We report on three sibs born to healthy parents, one livebirth and two terminated pregnancies, presenting with a
Autosomal dominant transmission of conotruncal heart defects (CTHDs) in the setting of syndromes resulting from 22ql 1 microdeletion, including DiGeorge, velocardiofacial, and conotruncal anomaly-face syndromes, has been previously well described.`-Nonsyndromic CTHDs seem to be inherited as a multifactorial trait,4 although monogenic autosomal recessive inheritance has been suspected in some instances. [5] [6] [7] [8] [9] [10] [11] [12] The recurrence of CTHD, particularly truncus arteriosus (TA), and ocular anomalies in sibs with malformation complexes has been reported,"-5 but a correlation between these single descriptions has never been noted.
We report here on three sibs, one livebirth and two terminated pregnancies, all presenting with a syndrome characterised by CTHD and microphthalmia, and suggest autosomal recessive inheritance of this genetic condition.
Case reports CASE 1 The infant, a female, was born by caesarean section at 38 weeks of gestation. Ultrasound examination in the 18th week of pregnancy indicated retarded fetal growth and cardiac malformation was diagnosed in the 20th week. Birth weight was 1510 g, length 39 cm, and OFC 22 cm. Apgar scores were 3 at one minute and 5 at five minutes. Clinical evaluation showed bilateral microphthalmia, hypertelorism, a small mouth, narrow palate, dysmorphic ears, webbed neck, and bilateral rocker bottom feet.
Ophthalmological examination showed microphthalmos. The pupillary light reactions were normal, the anterior chambers were shallow, and the optic discs were pale. There was no evidence of coloboma of the iris, retina, choroid, or optic disc. Echocardiography showed tetralogy of Fallot and cerebral ultrasound examination indicated periventricular leucomalacia. Renal ultrasonography showed an ectopic right kidney and a normal left kidney. Chromosomal analysis on peripheral lymphocytes showed a normal female karyotype. Fluorescent in situ hybridisation with probe Scl1.116 failed to identify a 22ql1 microdeletion. Slight thrombocytopenia, ranging from 70-85 x 10/1, was detected in the first week of life. The baby died at 35 days because of severe hypoxia. Necropsy confirmed cerebral, ocular, cardiac, and renal anomalies. Bilateral streak ovaries were also found. Owing to the detection of thrombocytopenia, histological examination of spinal bone marrow was performed and showed normal quantitative representation of all cellular maturation stages.
FAMILY HISTORY
The proband was the third pregnancy of healthy, non-consanguineous parents. The mother was 24 years old at the time of birth and the father 27. Both were born in a small village and the paternal grandparents were first cousins. There were two previous pregnancies, which were voluntarily terminated because of multiple fetal malformations. The clinical features of the sibs are summarised in table 1 and information about the older sibs is given below. CASE 2 The pregnancy was complicated by threatened abortion in the second month. Fetal ultrasonography at 18 and 21 weeks showed Digilio, Marino, Giannotti, Dallapiccola 
